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UTP4 gene

UTP4, small subunit processome component

Normal Function

The UTP4 gene provides instructions for making a protein called cirhin, whose precise
function is unknown. This protein is found in many different tissues and organs. Within
cells, cirhin is located in a structure called the nucleolus, which is a small region inside
the nucleus where ribosomal RNA (rRNA) is produced. A chemical cousin of DNA,
rRNA is a molecule that helps assemble protein building blocks (amino acids) into
functioning proteins. Researchers believe that cirhin may play a role in processing
rRNA.

Studies also suggest that cirhin interacts with other proteins, and it may function as part
of a protein complex (a group of proteins that work together). The significance of these
protein interactions is unknown.

Health Conditions Related to Genetic Changes

North American Indian childhood cirrhosis

At least one mutation in the UTP4 gene has been found to cause North American
Indian childhood cirrhosis, a chronic liver disease identified in a Native American
population in Quebec. The known mutation replaces the amino acid arginine with the
amino acid tryptophan at protein position 565 (written as Arg565Trp or R565W). This
genetic change likely alters the structure and function of cirhin. However, it is unclear
why the effects of the UTP4 gene mutation are limited to the liver or how they cause
the progressive liver damage characteristic of this disorder.



Chromosomal Location

Cytogenetic Location: 16922.1, which is the long (q) arm of chromosome 16 at position
22.1

Molecular Location: base pairs 69,132,596 to 69,169,034 on chromosome 16 (Homo
sapiens Annotation Release 108, GRCh38.p7) (NCBI)
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Credit: Genome Decoration Page/NCBI

Other Names for This Gene
« CIR1A_HUMAN
« CIRH1A
e cirhin

e cirrhosis, autosomal recessive 1A (cirhin)

o FLJ14728

o FLJ17146

+ KIAA1988

« NAIC

e testis expressed gene 292
e TEX292

Additional Information & Resources

Educational Resources

*  The Cell: A Molecular Approach (second edition, 2000): The Nucleolus
https://www.ncbi.nlm.nih.gov/books/NBK9939/
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https://www.ncbi.nlm.nih.gov/gene/84916
https://www.ncbi.nlm.nih.gov/genome/tools/gdp
https://www.ncbi.nlm.nih.gov/books/NBK9939/

Scientific Articles on PubMed

PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28%28CIRH1A%5BTIAB%5D
%29+0OR+%28UTP4%5BTIAB%5D%29%29+0OR+%28¢irhin%5BTIAB%5D
%29+AND+english%5Bla%5D+AND+human%5Bmh%5D

OMIM

UTP4, S. CEREVISIAE, HOMOLOG OF
http://omim.org/entry/607456

Research Resources

Clinvar
https://www.ncbi.nlm.nih.gov/clinvar?term=UTP4%5Bgene%5D

HGNC Gene Family: WD repeat domain containing
http://www.genenames.org/cgi-bin/genefamilies/set/362

HGNC Gene Symbol Report
http://www.genenames.org/cgi-bin/gene_symbol_report?g=data/
hgnc_data.php&hgnc_id=1983

NCBI Gene

https://www.ncbi.nIm.nih.gov/gene/84916

UniProt
http://www.uniprot.org/uniprot/Q969X6
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